Hypoplastic left heart in cerebrocostomandibular syndrome Cerebrocostomandibular syndrome (CCMS) is a rare disorder characterised by severe micrognathia and posterior "rib gap" defects. A chest radiograph ( fig 1) showed multiple posterior rib gaps involving the second to sixth ribs on the right and the second to fifth ribs on the left. The gap in the right second rib resembled a pseudarthrosis. There were 11 pairs of ribs. Cranial ultrasound was normal. Karyotype on peripheral blood lymphocyte culture was 46,XX.
On the third day of life a cardiac murmur was noted. Echocardiography showed findings consistent with hypoplastic left heart syndrome. Given the poor prognosis associated with hypoplastic left heart syndrome, active management was withdrawn and she died aged 8 days. Her parents declined necropsy. This is the second reported case of a cardiac anomaly in CCMS, and the first in which hypoplastic left heart syndrome is described. A potential mechanism to account for the concurrence of hypoplastic left heart and CCMS is unclear. Vascular insufficiency has been postulated in the causation of hypoplastic left heart syndrome, but there is no evidence to support a disturbance in normal rib morphology on this basis. Embryologically, the heart is derived from lateral plate mesoderm and the ribs from paraxial mesoderm. Mandibular deficiency is considered to be the result of a defect in the ventral portion of the first branchial arch secondary to defective neural crest cell migration or proliferation. CCMS and hypoplastic left heart syndrome in our patient may Another dystonia I read the Syndrome of the Month article on the dystonias by Jarman and Walker with great interest.' This is a difficult clinical subject to study and the move to a molecular genetic classification is to be applauded. Accordingly I would like to draw attention to another form of dystonia which has been mapped to the short arm of the X chromosome between DX528 and DXS365.2
The dystonia is manifest mainly in the hands. The onset can be recognised in childhood by an odd positioning for some voluntary movements such as holding a pencil2; this has been called "fisting" by the family. More obvious dystonic movements develop in adolescence and these progress slowly over the years. The hands of the oldest affected subject, now aged 68, are severely disabled and he needs to be dressed and fed. This man also has dysarthria.
The other prominent and important feature of this syndrome is mental retardation of mild to moderate degree, more often the latter. The heterozygote carriers do not seem to be affected.
The syndrome is quite well known in medical genetics publications.4 It has been given two gene symbols, PRTS3 and MRXS1,4 and is listed in the McKusick catalogue (MIM 309510). It was first reported 10 years ago in one family in Australia but so far no other cases have come to light. It is conceivable that it is a private syndrome with the mutation occurring in this family alone, but I believe it more likely that there are others with the same disorder which have just not been recognised. Part 
